Phenotypical Variability in Spinal Muscular Atrophy JCN familial phenotype variability. 4, [6] [7] [8] A recent clinical study of myotonic dystrophy type 1 showed that sex differences might be another modifying factor influencing the clinical profile and severity of the disease. 6 Consistent with these studies, we observed a significantly more severe phenotype in the male patient but a mild phenotype in the female patient of the same family. Therefore, even in SMA, sex difference is a possible modifying factor associated with phenotype variability, and further studies are warranted to clarify this.
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